A similar pattern of hormone unresponsiveness has been found in the other patient with PHP-Ia (IV 3) at the age of 10 years. In addition, this child also exhibited hypocalcaemia and hyperphosphataemia and serum PTH was increased (230 pg/ml, normal 15 to 55 pg/ml). 6 All patients with PPHP (III2, III3, and III5) showed a normal increase of cAMP after injection of 1-38 hPTH. 6 The results show that PHP-Ia can be inherited paternally as well as maternally, suggesting that mechanisms other than genomic imprinting are responsible for the full expression of hormone resistance, at least within this family. It has been suggested by others that additional components of the Gs coupled signal transduction (for example, calmodulin, cAMP phosphodiesterase, protein kinase A) may be responsible for the difference between PHP-Ia and PPHP. 8 Recently, a proximal 1 5q chromosomal Severe pulmonary and digestive disease in a cystic fibrosis child homozygous for G542X
In southern France, the G542X mutation,' in which the glycine (GCA) at amino acid position 542 in exon 11 is mutated to a stop codon (TGA), accounts for 5 6% of the CF chromosomes2 and represents the second most frequent CF mutation in this population after the deletion AF508. In a sample of 150 patients who have been genotyped for CFTR mutations (unpublished results), we identified only one patient with two 542X alleles. In contrast to other reports on homozygous nonsense mutations>'0 describing mild expression of the disease, the 6 year old girl presented here has been severely affected since infancy.
The patient is the youngest of two sibs born to healthy, unrelated patients originat-
